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osis of alobar holoprosencephaly associated with cyclopia, Human Path Case Reports1. Case report
A 33-year old gravida 5, para 3, was referred to the obstetric depart-
ment for a routine fetal ultrasound at 22+ 5weeks gestation. Obstetric
history revealed three normal vaginal deliveries and one spontaneous
abortion. Consanguinity was denied and there was no history of drug
abuse or diabetes mellitus. Examinations for toxoplasmosis, rubella,
cytomegalovirus, herpes (TORCH) were negative. A combined 2-(2D)
and 3-dimensional (3-D) ultrasonography (US) revealed alobar
holoprosencephaly, complete fused thalami and facial dimorphism
(Fig. 1A), hypoplastic left ventricle and bilateral renal dysplasia. Fetal
magnetic resonance imaging (MRI) revealed a clear view of the single
primitive ventricle and the presence of a posterior mid line cyst that
communicated directly with the monoventricle (Fig. 1B). Cytogenetic
analysis demonstrated a 46XX + 13 karyotype.
The parentswere informed of the ultrasonography ﬁndings and they
elected to terminate the pregnancy. Postmortem examination of the
fetus revealed a single orbit with a cyclopian eye, the absence of the
nose, the presence of a proboscis and low-set ears (Fig. 2A). Skull open-
ing showed fused cerebral hemispheres with a single primitive ventri-
cle, fused thalami, absence of the corpus callosum and the absence of
the olfactory bulbs (Fig. 2B). Base of the skull revealed absence of the
ethmoidal components. Heart dissection disclosed hypoplasia a rudi-
mentary left ventricle, uniform right atrium and ventricle enlargement,
hypoplastic mitral and aortic valve, hypoplastic ascending aorta and
aortic arch. Microscopic examination of the brain revealed abnormal
cell migration and marginal glial heterotopias was observed in the sub-
arachnoid space. In addition, umbilical cord examination showed a sin-
gle artery and a vein.2. Discussion
From the spectrum of forebrain malformations named
holoprosencephalies (HPE), alobar form is the most severe, character-
ized by the complete absence of division of the prosencephalon struc-
tures and classically associated with facial dimorphism [3]. Facial
defects include cyclopia, ethmocephaly, cebocephaly and median cleft
lip. Cyclopia is the most extreme facial defect accompanying alobar
HPE presenting as a single midline orbit with absence of the nose and
presence of a rudimentary proboscis above the orbit. The globally fre-
quency of cyclopia is estimated at 1:100.000 births and it's incompatible
with life [2].
The etiology of HPE is heterogeneous including genetic and environ-
mental factors. Nearly 50% of cases have chromosomal aberrations, tri-
somy 13 being by far the most common involved [2].
Prenatal diagnosis of alobar HPE is suspected in the presence of a
monoventricle, fused thalami and absence of corpus callosum, viewed
by 2D ultrasonography imaging. The 3D/4D examination afford a better
view of the facial dimorphism including cyclopia and proboscis [3]. In
addition, fetal MRI can be used to determine the craniofacial anomalies
[1].
In conclusion, early prenatal diagnosis of cyclopia is essential, since
this abnormality is incompatible with life. Fetal autopsy remains an im-
portant diagnostic tool for conﬁrming the main clinical diagnosis and
also for the beneﬁt of adding ﬁne details which can be helpful for the
US and MRI clinicians.References
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Fig. 1.3Dultrasonography showing the facial dysmorphismwith thepresence of a proboscis (A). The posteriormid line cyst (white arrow) communicating directlywith themonoventricle
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Fig. 2. Postmortem examination of the fetus revealing a single orbit with a cyclopian eye, absence of the nose and presence of the proboscis (A). Gross examination of the brain showing
fused cerebral hemispheres (B).
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